SUMMARY We describe the clinical and cytogenetic findings in a boy with an unbalanced .karyotype involving monosomy for 3q27-q29.
He does not resemble other reported cases of del(3q). Deletions of the long arm of chromosome 3 are extremely rare, having been reported in five cases, only two of which had terminal 3q deletions.
Case report
The proband, an eight year old male, was born to healthy, non-consanguineous parents. The family history was negative and there is a healthy brother and sister. The pregnancy was uneventful and the child was born at term after a normal delivery, weighing 2610 g. He was a floppy baby and subsequent development was slow; he first walked at two and a half years.
He was referred to the Genetics Clinic at eight years of age for assessment. At this stage his length 
